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weunaonuindnnefieegeunaluan (Metabolic Disorders)
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m classical galactosemia

weynaoEnUnnsfeggezn 9l

m classical phenylketonuria (PKU)

m variant PKU

m biopterin disorders (4 types)

m argininemia/arginase deficiency

m argininosuccinic acid lyase deficiency (ASAL deficiency)

m citrullinemia, Type I/argininosuccinic acid synthetase deficiency
(ASAS deficiency)

m citrullinemia, Type II (citrin deficiency)

m gyrate atrophy of the choroid and retina

» homocitrullinuria, hyperornithinemia, hyperammonemia — HHH

» homocystinuria/cystathionine beta-synthase deficiency (CBS deficiency)

= methionine adenosyltransferase deficiency (MAT deficiency)

= maple syrup urine disease — (MSUD)

m non-ketotic hyperglycinemia

m prolinemia

m tyrosinemia

W8I BNINNEfi2890920 deenuin

m 2-methyl-3-hydroxybutyryl-CoA dehydrogenase deficiency
m 2-methylbutyryl-CoA dehydrogenase deficiency
m 3-hydroxy-3-methylglutaryl-CoA lyase deficiency
(HMGCoA lyase deficiency)
m 3-methylcrotonyl-CoA carboxylase deficiency (3MCC deficiency)
m 3-methylglutaconic aciduria (MGA), Type I
(3-methylglutaconyl-CoA hydratase deficiency)

)
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= 5-oxoprolinuria

m beta-ketothiolase deficiency (BKT)

m ethylmalonic encephalopathy (EE)

m glutaric acidemia type-1 (GA-1)

m isobutyryl-CoA dehydrogenase deficiency
m isovaleric acidemia (IVA)

= malonic aciduria

= methylmalonic acidemia, mut —

= methylmalonic acidemia, mut 0

= methylmalonic acidemia (Cbl A, B)

» methylmalonic acidemia (Cbl C, D)

= multiple carboxylase deficiency (MCD)
m propionic acidemia (PA)

D. weynaowBndnnsfieggenen Lol sendensy

II

m carnitine transporter deficiency
m carnitine-acylcarnitine translocase deficiency (CAT deficiency)
m carnitine palmitoyl transferase deficiency-type 1 (CPT-1 deficiency)
m carnitine palmitoyl transferase deficiency-type 2 (CPT-2 deficiency)
m long chain hydroxyacyl-CoA dehydrogenase deficiency (LCHAD deficiency)
= medium chain acyl-CoA dehydrogenase deficiency (MCAD deficiency)
= multiple acyl-CoA dehydrogenase deficiency (MAD deficiency)/
glutaric acidemia type-2 (GA-2)
m short chain acyl-CoA dehydrogenase deficiency (SCAD deficiency)
m trifunctional protein deficiency (TFP deficiency)
m very long chain acyl-CoA dehydrogenase deficiency (VLCAD deficiency)

weunaowindnnsfiesgneusuey

m primary congenital hypothyroidism

m variant hypothyroidism

m congenital adrenal hyperplasia-salt wasting (21-hydroxylase deficiency)

m congenital adrenal hyperplasia-simple virilizing (21-hydroxylase deficiency)

ML wsynaowindnnsfeegstubnatu

m sickle cell anemia (Hb S/S disease)

m sickle C disease (Hb S/C disease)

m sickle D disease (Hb S/D disease)

m sickle E disease (Hb S/E disease)

m Hb S/hereditary persistence of fetal hemoglobin (Hb S/HPFH)
m sickle cell disease variant (other sickle cell disease, Hb S/V)
= Hb S/Beta’ thalassemia

= Hb S/Beta’ thalassemia

m Hb C disease (Hb CC)

= Hb D disease (Hb DD)

m alpha thalassemia major

= Hb H disease

= Hb H/Constant Spring disease

(ﬁw”mﬁnlu)
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m beta thalassemia major

= Hb E/Beta’ thalassemia

m Hb E/Beta’ thalassemia

m Hb E/Delta Beta thalassemia
= Hb C/Beta’ thalassemia

m Hb C/Beta* thalassemia

= Hb D/Beta’ thalassemia

m Hb D/Beta* thalassemia

m Hb Variant/Beta® thalassemia
m Hb Variant/Beta*® thalassemia
m other hemoglobinopathies (Hb variants)
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goumanetudngouiigauannontiotboalagnaul, [e0gicdute
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www.dhs.ca.gov/gdb

12




é‘nmuén‘éuzhﬂuuﬁegg'égu

13



m’qgnvuh,soﬁuzyuma:n'w'é'na'ma'wcﬂuéouﬁo
ﬁuﬂ‘a’)nﬁuaesmuﬁmw:Uﬁnmﬁgc“;?gmusi.]ucc&g‘s’nccaﬁzﬂcﬁg
Yegnaunanfiunegetinehiotal (DBULELTURA3UR 14 cusn 2003)
giund
(cﬁg'ég3éc§ﬁc9nsaﬁuasﬁu§uyu, Jﬁgesncﬁgz}l‘ﬂaggﬁumuéuﬁ)

AgNWTesiurunsoniu 2Yuaaufostas2yunIgNIEGLNSeINI T1E289gNNY
aefininlasasfinedneiivynglo sasan naugnuancestadyniiiiceuoln. nesuneay Tiiseuasu.
Uﬁﬁmmgnanueggnu mUmug9j]snccavsnmumjmﬂucmgﬂnu'ﬁmm?,a, centeccazcdnetiv
UaoumoccaUguumgmuccwnmlnmtnumaccmuggjsn, ccavsgnsgjﬁmucmgmucwugu

gutn E’3’&mcenunaum2uulnnnsnaﬂto TunnueAtonnufomauendnt, fmusazyniungg
R diByUastisue et uceitul :

t(\)n

0-

'
o oo

cqﬂummtguéﬁu‘10293numauqnuuagéﬂautagmunannumggcnncnntw Audanaugeswau

cnumguumn50293numummnumggcnncnn?,zmmumug“uu‘meggnmmﬂumnouagvmum“
aonulenijuwanii 124980, 125000, 125001, 125025, caz 125030. 2yuD
fncrivAntoumngBeantnstneeazaouedadyuhngsesy Bogghu, Biy, nwdudo
NANIEWALNIEEAZ209gN 1. naunannacsbuAnAmlnbnufiooua (Rnazusy
d9fougeswutazaoulenty wanii 125000) cca%“mgﬁjﬁu 17 CCR 6500 ¢fj9

6510) c6a:T1199 Eguﬁﬁggmuﬁuﬁﬁna”mgjﬁzﬁ mnagwu’(,mcmmmagean vadnay
roeudeineRintoluta . findninuB2Entinunngangzouatinunann, ngwAnEDESean
AnaunonnalibasnanesusiigBuenciy anuinBnseutazeauslueuiveniun nagksamd,
cca:cfmuﬂﬂﬁaﬁﬁmz{léuﬁnggu 11909 gneegnushinDuuma
HeuhwsunnenaniuEinnonteasAndudocefiof .

“ tL}

mum'(.sccaumucﬁncﬁjuwugswmu. nuuamuaevmumtaeuuaevmungonuzmu ud
amcnn’f;uueggmuaﬂaumunonnumgj, cwg‘ﬁmuamunccaaeumu cwgecmmmﬂumsﬂau
nauNaniiunes, aﬂau‘ﬁg‘tmnuvagmumuuamwgm ccaucwgmmmauuumumucmceugmmu
mAgnefinloleegutisy . Byuuagungasfineiutsiuuaneiy 21 9. Syuastfin salusay.

Romunubgesyunntimagfunntseasl fidnBudyuiiuoncEalnsofiuny udgnaeqiny
éﬂﬁucmnﬁuﬁgﬁiuﬁ
-cwgmuotqauam Bne5uon mﬂ,ngguzmj%sgjgcUumuwcanmu‘(,mm'ﬁaguuggjmu
= cion Aoy, e8acciuuloundnaucEnosneequonssn, ceunaeHuaTAISY .

munjuu guumvnmnucﬂuamuau ccaquunncﬂncwutnumnavmnuug%gwmnggjmu
fi197 tnwueBuBeyuntEcDneBudyy tugnuacBneannaueayuanbuLE eleldiyannuinte
seaznuedneliu ol uwaunat L ovfodynBuisesagaut .

ngfugnuanUsuutuuaunngseenfuuautatlianaufiomaucazfnsigauiingoses . hau
gwAngeraedagnelineeustuvauhngatulnaiy tdsedadyuehucfiunsoRunsluvaunauEng
aonweTugoufoseguoneE it aunauRadyrauiisesanaul odedgtuesulesenuwonesaii
www.dhs.ca.gov/gdb . hauiggnuanegsedagnciincenzanueeeeignauasiuiila .

14



§nmaougnaumaumuceqcngegu huDEncty EsucBagehn (cBgnuaseisaannugnen)
20931 UgosW28NY maegjanmuccaugcmmugUgumg{]mwoncsaln‘ﬁmeuuaeumuggjmu
maggganggjmuaﬂaucmnwugug tnumuceuucmnmumumummnumgg, NWAILAY
vdcdesiinsatiuimunmiam. fianauoneBedadyutuiudinee i maggjanmuunnmgg o
ooty hauBEnSesdliiciueitalifinfeld. nubEnsedtovenabuiuaousiiold
woneEafndim nautilounauesunisietqven vaLHRNAGRYeY, GlseD, odlau
\inseEueiinb .

ngwAndggESendtiwonesaAninnauelneiiusyuzegnay viheeggnnaulignaudyuny
N, nwAwan azosNWANIENAY . WoneEaUANCTufegetiuAiANuseg32egiaunLa .

nSegun. fianauanegedn woncEatlidnieqdniieoruciusioufioseginy tid2egninny
madlFaseDngnfeuseennay tloengnnay naugaunnsenyntd Lounanssiy
m‘ﬁmganww‘%gtuﬁ: Privacy Officer, CA Department of Health Services, P.O. Box
997413, Sacramento, CA 95899-7413, 916-445-4646 3 (877) 735-2929 TTY/TDD.

z'nwijmmnﬁnﬁ Secretary of the Department of Health and Human Services, Office for
Civil Rights fi 50 United Nations Plaza, Room 322, San Francisco CA 94102, lusziu
(800) 368-1019 . vdnugawalustul U.S. Office for Civil Rights fi 866-OCR-PRIV (866-
627-7748) nad 866-788-4989 TTY.

ungfiudguangnesinnauliinaugoucadelinugezway saeSndgfitirnautonastugunaulos fnaw
Tinoanfindul-BudnSeqyn adinte8nfiaoruciugonfiolonluwignul.

fiygnaufndieenfiu . SyuludeuifnsnaatalasmngRnianiugesuy, Genetic Disease Branch.
foudnzeqtiegnaugnenauwzuan@eRnuziy G George Cunningham, M.D., 850 Marina
Bay Parkway, F175, Richmond, California, 94804 (510-412-1499).

finounwdatiovgnoencuBhiuiitnay
dnnzeemanedegnaueanciinesignauceasayy

vtuuwucagjmuumccunlnugjtaamuumuccau
anzeenageiegtenaneiinnsuiutunauinggu

Auvzendgeans, Sneeedislstancsunynabouedeguaannasauiinantunauinggu
malunauueusueen caznaueaaciqlagnay tdRnazRnngn2e9sn .

sogénuounau, Office of Civil Rights, 714 P Street, Room 1050, Sacramento, CA
95814 1nsuugummu‘ﬁmu awgweaauaummuuumunemUncagjmumﬂccuniunnumumn

ougoencUATRENL (Title Il of the Americans with Disablilities Act, ADA)
syunsafiuannfineey ADA, azdniinAnlntaluiy, gauandSulisaniuzgaugay ADA.

15



figgnagenuwsnnBRerusily (Genetic Disease

Branch) DndsaganasovesnuianaiiDguuswautiicen

gunaeUaot USneeaauells ceasBUNSUL9aoaNcHL

CASECCUSIN2090 .

Department of Health Services
Newborn Screening Program
850 Marina Bay Parkway
Richmond, CA 94804

© CA Department of Health Services, Genetic Disease Branch, Newborn Screening Section, cfiouiiyua, 2005

16



